association and linkage studies. Linkage, association, and mutation analyses are the most common methods of evaluating candidate genes in epilepsy. The authors advocate the integration of results from different experimental methods rather than insisting only on replication.
Seizure histories, EEG recordings and intelligence equivalents and their relation to tuber/brain proportion (TBP) measured by 3 dimensional MRI were evaluated in 61 patients with tuberous sclerosis complex (TSC), in a study at University Medical Center, Utrecht, the Netherlands. Mean age at examination was 17.9 (range 1.6 to 59) years, with 20% of patients age 5 years or less. Diagnosis was confirmed by mutation analysis in 44 (TSC1 mutation in 14 and TSC2 mutation in 30 patients). Seizures occurred in 51 (85%) patients, including infantile spasms in 21 (40%). Age at seizure onset was 1 day to 37 years (mean 2.2 years). EEG COMMENT. L-2-hydroxyglutaric aciduria is an autosomal recessive neurometabolic disorder characterized by psychomotor delay, ataxia, macrocephaly, and MRI changes of leukoencephalopathy. L2HGDH is the disease-causing gene that encodes L-2-HG dehydrogenase. The authors found no previous reference to autism as a feature of the L-2-HGA phenotype. Nonspecific MRI changes reported in autism include cerebellar vermal hypoplasia. (Courchesne E et al. Neurology 1994; 44:214-223) .
